An 8-year-old boy, born to nonconsanguineous healthy parents, presented with a history of developing asymptomatic spontaneous erosions over face and hands since 3 year of age. His mother reported an occasional pink discoloration of child\'s urine. Cutaneous examination showed varioliform scarring, thickening, hyperpigmentation, and hypertrichosis over the face \[[Figure 1a](#F1){ref-type="fig"}\]. Crusted erosions were seen over the ears \[[Figure 1b](#F1){ref-type="fig"}\] and dorsa of hands \[[Figure 1c](#F1){ref-type="fig"}\]. Hyperkeratotic plaques were present over elbows \[[Figure 1d](#F1){ref-type="fig"}\] and beaded papules along eyelid margins \[[Figure 1e](#F1){ref-type="fig"}\]. The patient had a husky voice. Oral mucosa and vocal cords showed no abnormality. Based on these mixed findings, presumptive diagnoses of lipoid proteinosis (LP) and porphyria were thought of.

![(a) The patient had bushy eyebrows and facial hypertrichosis with varioliform scarring, thickening, and hyperpigmentation over face. (b) Roughened skin texture and crusted erosions over bilateral ears and (c) dorsae of hands. (d) Hyperkeartotic plaques over elbows. (e) Beaded papules along eyelid margins](IJD-64-74-g001){#F1}

Skin biopsy showed hyperkeratosis and acanthosis of the epidermis. Dermis showed mild perivascular inflammatory infiltrate with deposition of periodic acid--Schiff-positive hyaline material \[[Figure 2](#F2){ref-type="fig"}\].

![Histopathology showing epidermal hyperkeratosis with perivascular inflammatory infiltrate and deposition of hyaline material in dermis. (a) H and E, ×10, (b) H and E, ×40](IJD-64-74-g002){#F2}

Wood\'s lamp examination of urine sample showed a pink fluorescence \[[Figure 3](#F3){ref-type="fig"}\]. Plasma porphyrin analysis showed an abnormal peak at 630 nm and erythrocyte protoporphyrin was 18.2 μmol/L (normal 0.4--1.0), consistent with the diagnosis of erythropoietic protoporphyria (EPP). Urine examination revealed a coproporphyrin level of 98.2 nmol/L (normal 0--10). Full blood count, urea, electrolytes, liver function tests, and antinuclear antibodies were all normal. Although no photosensitivity was reported, the patient was still advised about sun avoidance measures and prescribed physical sunscreens. The parents were counseled regarding the risk of hepatic complications and the need for regular assessment of hepatic function.

![Pink fluorescence on wood\'s lamp examination of urine sample](IJD-64-74-g003){#F3}

EPP is an autosomal dominant disorder caused by deficiency of enzyme ferrochelatase, which catalyzes the insertion of iron into protoporphyrin to form heme leading to the accumulation of protoporphyrins in erythrocytes, plasma, skin, and liver. The usual presenting feature is photosensitivity, which may differ in severity from mild itching to intense burning.\[[@ref1]\] The onset is often during infancy; however, in some cases, it may not occur until adolescence or adulthood.\[[@ref1]\] The usual cutaneous manifestations are erythema and edema of exposed areas. Repeated episodes result in permanent skin thickening and dermal hyaline accumulation on histopathology.\[[@ref2]\] Only a few cases of EPP presenting with severe disfigurement and extensive hyaline deposition have been reported worldwide and such cases need to be differentiated from LP.\[[@ref2]\]

LP is a rare autosomal recessive disorder, characterized by the infiltration of hyaline material into the skin, oral cavity, larynx, and internal organs. It has an infantile onset presenting clinically with a hoarse cry, oral nodules, and waxy papules around joints and along lid margins.\[[@ref1]\] Both LP and EPP show atrophic scarring after mild skin inflammation, but in EPP, this is seen on the exposed areas only, while not so restricted in LP.\[[@ref3]\]

The relationship between LP and porphyria has been studied earlier and it was suggested that a skin condition resembling LP could be produced by EPP. Literature describes anecdotal case reports of patients suffering from "light-sensitive LP." An individual case of LP with simultaneous EPP has also been reported with typical features of both disorders.\[[@ref4]\] The unusual feature in our case of marked skin changes over exposed areas in the absence of significant photosensitivity further complicated the diagnosis. The case highlights the inter-individual variations seen in symptoms and the importance of complete evaluation of biochemical changes of porphyria.

The presence of porphyrinuria was another unusual manifestation in our case. Usually, blood and stool porphyrin levels are elevated in EPP while urine examination is normal, since protoporphyrins are water insoluble. However, this feature has been reported in EPP patients with hepatic involvement.\[[@ref3]\] A quarter of individuals with EPP develop some degree of liver dysfunction.\[[@ref1]\] The course remains unpredictable, with clinical and laboratory evidence unapparent until the terminal illness. Elevated levels of coproporphyrins in urine have been seen to be the earliest and most sensitive indicators in the clinically asymptomatic phase.\[[@ref3]\] Such patients require regular liver function tests and periodic liver biopsies.\[[@ref5]\]

While porphyrinuria was a key feature that helped in the diagnosis in our case, liver function tests did not reveal any abnormality. The parents refused for liver biopsy, but the patient was being kept under close surveillance. The case highlights the need to monitor a patient of EPP for hepatic involvement and the significance of coproporphyrinuria as an early sign for the same.
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